Introduction
Primary amenorrhea (PA) is defined by the absence of attainment of menarche by the age of 16-18 years.
PA occurs in 1-3% of women in the reproductive age group. Various factors such as anatomical, genetic and hormonal factors reported to influence PA. We report the 46+XY genotype case of PA with tall thin stature coupled with male dominant facial features. 
Case Report

Discussion
PA has been defined as the clinical condition identified by the complete absence of menstrual cycles in women. [1] It is the 6 th major cause of female infertility worldwide. [2] This disease manifests due to several different causes, which include endocrine imbalance, gonadal anomalies, genetic disorders coupled with the environmental factors. [3] Number of studies carried out to identify the cause of this disease have implicated chromosomal aberrations in about 50% of the cases. [3, 4] However, in India Vijayalakshmi et al. reported the 27.8% of the PA patient to contain abnormal karyotype. [3] A similar study by Anupam et al. reported 25.6% of the patients of amenorrhea having abnormal chromosomal constituents. [5] Consanguinity has been reported to be the primary reason resulting in the homozygous condition for recessive autosomal/deleterious genes. [6] The incidence of consanguinity reported in India is 5-60% and uncle-niece and first cousin are the more commonly occurring relationships in Indian population. [7] In a study by Amudha et al., consanguinity was seen in 427 cases (29.14%) out of total 1465 patients with suspected genetic etiology, 305 cases were confirmed to have chromosomal abnormalities, among them 240 (78.7%) had numerical abnormality and 65 (21.3%) had a structural abnormality. [8] Our case finding was in accordance with the reported ones from India [3] as well as from Singapore. [1] Both of these researchers have reported female with 46 XY karyotype. 
